DENOUEMENT AND DISCUSSION Neonate With Osteogenesis Imperfecta and Asplenia Syndrome With Horseshoe Adrenal
The infant had radiographic manifestations of osteogenesis imperfecta (OI) type IIB as well as sonographic evidence of asplenia syndrome including a fused or horseshoe adrenal. Chromosomal analysis demonstrated a 16q22 fragile site. This site has not been described with any consistent phenotype. Because this coincidence of lethal malformations precluded any intervention, the child was discharged home to hospice care.
According to the classification of Sillence, OI type IIB is a neonatal, lethal variety of OI. Type IIB is difficult to separate radiographically from the generally nonlethal type III. [1] [2] [3] [4] The characteristic radiographic features of OI IIB/III are bowing and fractures (more severe in the lower extremities than in the upper extremities) and fractured ribs with a wavy but not beaded appearance. OI type IIB and type III are most commonly autosomal dominant conditions, although rare recessive varieties are recognized. 4 OI is a disease resulting from either reduced production of type I collagen or from an altered molecular structure of type I collagen. 3 Type I collagen is made up of two procollagens, pro␣1(I) and pro␣2(I). The genes for these chains are located on chromosomes 17 and 7, respectively. 4 The most common chromosomal abnormality in OI is a point mutation in either procollagen gene.
Asplenia or right-sided isomerism syndrome is a form of atriovisceral heterotaxy that is associated with severe congenital heart disease, transverse liver, absent spleen, bilateral trilobed lungs, and intestinal malrotation. The etiology of the heterotaxy syndromes (i.e., asplenia and left-isomerism or polysplenia syndromes) is not known. However, it is known that there is a high incidence of consanguinity in the parents of patients with heterotaxy syndromes and an increased incidence of heterotaxy syndromes in inbred populations. 
Perinatal/Neonatal Casebook
The most typical cardiac malformations of asplenia syndrome are anomalous systemic and pulmonary venous return, atrial septal defect, atrioventricular canal defect, conotruncal defect (especially transposition of the great arteries), and pulmonic stenosis or atresia. 6 Genitourinary anomalies are not common in asplenia syndrome but are well described. A horseshoe or fused adrenal is said to occur in between 3% and 7% of patients with asplenia syndrome.
6 -9 Horseshoe adrenal is not associated with adrenal dysfunction. Absence of the left adrenal gland is a less common anomaly than horseshoe adrenal in asplenia syndrome. 6 Horseshoe kidney also occurs in asplenia syndrome 6, 7 in ϳ1% of patients. The coincidence of asplenia syndrome and OI must be very uncommon. We have been unable to find a similar case in review articles of large numbers of patients with asplenia syndrome or OI.
